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1. COCTAB PABOYEN ['PVIIIIBI

110 pa3paboTKe TOMOIHUTENEHOM NPodheCcCHOHANBHOM IPOT PAMMEI IIOBBITICHH KBaJIM(UKALIUN 110

TEME ((«AKT}’ELTIBHBIG BOIIPOCEI MGIIHHHHCKOfI TeHCTHKH B IIeIHATPHI», CIICIIHAIIbHOCTD

«["eHeTHKa»
Ne DamMuHs, UM, VYvyueHas cTeneHb, HoipkHOCTh MecTto paGoThl
/1. OTUECTBO y4eHOe 3BaHHE
1. Xapuenko T.B. K.0.H. 3aB.kateapoi C3rMY um. U1.H.
MeJl. FCHETHKH Me4HHKOBA
2. [lerpynuues A.1O. J.m.H., Jom. JoueHT Kad. Men. C3rMY um. M.H.
reHeTHKH MeuHuKOBa
3 Pomanenko O.I1. IL.M.H., TIpod. I'naBHEIH Bpay CI16 'KVY3 MI'L{
F'KMI'1]
4, Kanypuna T.H. J.M.H., 0L npodeccop kad. C3IrMY um. UK.
MEJI. TeHETHKH MeuHHKOBA

TlomonuurenpHas npodeccuoHanbHas —IMporpaMMa  IOBBIMICHHA KBaJM(pUKAME 110 TEMC
«AKTyalIbHBIE BOTIPOCH MEJMIMHCKOH TEHETMKH B T€/MaTpuiy» OOCYX/ICHA Ha 3aCelaHHi
KadeIpE! MeJIUIMHCKON reHeTHKH «15%» okTabps 2016 r., mporokon Ne 3.

==

~ /Xapuenxo T.B. /

(pacwndpOBKa MOAMNCH)

ZaBenyronpii kadeapoi, K.0.H.

(nojnucs)

CormacoBaHo:
¢ oTHENIOM 06Pa30BaTENbHBIX CTaHAapTos u mporpamm GI'HOY BO C3IMY um. M. W. Meunukosa
Mumnszpasa Poccnn « 5y _ocew »U’:/&” 2016 r

3apeayronuil 0TaenoM 00pa3oBaTeIbHbIX CTaH/[aPTOB U TpOrpany

/ (mOxficy)

On06peHo METOJMYECKHM COBETOM MGIIHKOLHOJ‘IOI‘H‘{GCKOFO (hakynpTeTa
28 ox1sa6ps 2016 1., mpoToKos Ne3. /

/  Muxaitiosa O.A. _/

(pacundpoBKa IOIMHCH)

7 \P "\ /Huxupopos B.C./

[Ipencenares, mpodeccop
}(pacmm[)ponka TIOAITHCH)

HporpaMMa NpHHATa K  peald3allid B CHCTEMC

(apManeBTHIECKOTr0 00pa3oBayHs:

HENPEePLIBHOTO  MENUIHHCKOTO 4

/ Kozmos A.B./

(paciurppoBKa NOANUCH)

JlexaH (akynpTeTa

«’8 (©
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i

1
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2. OBIIME ITOJIOXKEHM A

2.1. JlomonuuTeNbHAs TPodheCcCHOHaIbHAS IPOrPaMMa TIOBBIIEH S KBATH(YHKALMH 10 TEME
«MeTHIMHECKas TeHeTHKa B memmaTpumy (nanee — [Iporpamma), crmenuanbHocTh «l'eHernkar,
npejicTaBIseT co0oi COBOKYIHOCTD TpeOoBaHuM, 00s3aTe/bHBIX IPH €€ peaM3allii B pamKkax
cHCTEeMBI 00pa3oBaHusl.

2.2. Hanpapneranocts IIporpaMMpl - IPaKTHKO-OPHCHTHPOBAHHAA W 3aKIIOYACTCA B
Y/IOBIETBOPEHHH HOTpeOHOCTEH INPOQECCHMOHAIBHOTO Pa3sBUTUA  MEIUIMHCKHX pabOTHHKOB,
06ECIIEYEHHH COOTBETCTBHS €ro KBaTH(MKAIMM MEHSIOIIAMCS YCIOBHAM NPO(ECCHOHAIEHOH
JICITENBHOCTH M COLIMAIIbHOMN Cpebl.

2.3. Llenp TIporpaMMEI - COBEPINEHCTBOBAHAEC MMEIOIIMXCHA KOMIIETCHIHH, puodpeTeHne
HOBBIX KOMIETEHIMH UL TOBBINEHHS TNPO(PECCHOHAIBHOTO YPOBHS B paMKaX HMEIOLICHCS
KBaTH(DHUKAIHH.

2.4. 3apauu IIporpammer:

- OOHOBICHHE CYHIECTBYIOIIHX TCOPETHYECKHX M OCBOCHHE HOBBIX 3HAHHH, METOJMK U
U3yu4eHHE IMEPeJOBOrO IPAKTHYECKOrOo OMNbITa 110 BOIPOCaM JMarHOCTHKH, JICYCHHA H
IpoGHIaKTHKH HACIICACTBEHHON H BPOXIEHHOH IATOJIOTHH Y ICTEH;

- YCBOGHHE ¥ 3aKpeIUIeHHe Ha IIPaKTHKE IPOPECCHOHANBHBIX 3HAHUN, YMCHHH W HABBIKOB,
00ECIIeunBAIOIMX  COBEPIIEHCTROBAHUE [IPO(GECCHOHANBHBIX  KOMIIETEHIHH O  BOIPOCaM
JIMACHOCTHKH, JICUCHHS U IIPOQHIAKTHKA HACIE/CTBEHHON M BPOKIEHHOH aTONIOrHy Y IeTeH.

3. XAPAKTEPUCTUKA [TPOTPAMMbBI

3.1. TpymoeMKkocTh ocBoeHusi Ilporpammsl cocrapiser 36 akanemudeckux 4acos (1
aKaJIeMHUECKHi yac paBeH 45 MHH).

3.2. IIporpaMma peayusyeTcst B 04HOM (opme 00ydenus (¢ OTpbIBoM OT paboThl) Ha base
OBI'OY BO C3IMY um. U.M. Meunukxosa Munzapasa Poccuu.

K ocsoennio [IporpaMMbl JOIYCKAETCS CIEAYIOIMM KOHTHHIEHT (CIEIUanbHOCTH):
rCHETHKA, 1eIUaTPH

3.3. Jins dopmuposanus NpoQecCHOHAIBHEIX yMeHHHM u HasbikoB B IIporpamme
IIpejlycMaTpuBaeTes 00y Yaromuii cuMy sHoHHbI Kype (nanee — OCK).

3.4. Cogepxanue IlporpaMMbl IOCTPOEHO B COOTBETCTBHH C MOZYJIBHBIM TPHHIHIIOM,
CTPYKTYPHBIMH €JIHHHI[AMH MOJYJISI SIBJISIOTCS pasjensl. Ka/bii pa3fien MOJIyJisl I0OIpasAe/sieTcs
Ha TEMBI, KXKas TeMa — Ha JIEMCHTBI, KaXKIbIH JIEMEHT — Ha [10JI3JICMECHTHL.

Jlnsa ynobersa noss3oBanus [IporpaMmoit B yueOHOM mporecce Kaxzas €ro CTpyKTypHas
eIMHHMIA KoaupyeTcs.. Ha mepBoM MecTe CTaBHTCs KOJ pasjena (Hanpumep, 1), Ha BTOPOM — KOZ
teMbl (Hampumep, 1.1), danee — k00 snemenma (wanpumep, 1.1.1), 3amem — KOO nodanemenma
(nanpumep, 1.1.1.1). KomupoBka BHOCHT ONPE/EJICHHBIA IOPAIOK B IIEPCUEHH BOIPOCOB,
cojepkamuxcs B [Iporpamme, 4YTo, B CBOK OY€pe/b, IO3BOJCT KOAMPOBATH KOHTPOILHO-
M3MCpHTENbHBIE (TECTOBEIC) MaTEPHAIbI B yueOHO-MeTOMIUeCcKOM obectiedeHur 1IporpaMMBL.

3.5. VueOHpIA IUIAH OIpEaeNsIeT MepedeHb, TPYAOEMKOCTh, IOCIENOBATENLHOCTE H
pacrpe/ieieHie MOJlyJiel (pa3ienoB), yCTaHaBIuBacT (hOpMbl OpraHu3aluy yueOHOro Ipomnecca 1
ux coorHomenne (nexnum, OCK, ceMHHapckue M IPAKTHYECKHE 3aHATHS), (GOPMBI KOHTPOJL
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3HAHMH B YMEHHH 00y4aromuxcs.

C yueToM 6a30BbIX 3HAHUI 00YJAIOMMXCS M aKTyaIbHOCTH 33/1a B CHCTEME HETIPEPRIBHOTO
obpasosanus Kaeapoii MOTyT ObITh BHECCHBI M3MCHCHHS B PacIpCAC/ICHHC y4eOHOTO BpeMEHH,
TIpesyCMOTPEHHOr0 Y4eOHBIM IUIAHOM HPOTpaMMbl, B TIPEACIax 15% ot ofmero KomuyecTBa
y4eOHBIX 4acoB.

3.6. B IlporpaMMmy BKIIOYEHBI [UIAHHPYEMBIC pE3YIHTaTBI o0ydyeHHs, B KOTOPBIX
oTpaxkaroTcs  TpeOOBaHHMS — MPOGECCHOHATBHEIX — CTAHZAPTOB  HIH KBATA(HUKALMOHHBIX
XapaKTEPUCTHK IT0 COOTBETCTBYIOIIHM JOJDKHOCTSM, pO(ECcCHsIM U CIIENUATBHOCTSIM.

3.7. TIporpamMma COZIEpPXHT TpeOOBaHHSA K HTOTOBOM aTTeCTalllu o0yyaronmxcs, KoTopas
ocymiecTsisieTcs B (opMe 3adeTa M BhISB/ISET TEOPETMYECKYIO M NPAKTHYCCKYIO MOArOTOBKY B
COOTBETCTBHH C IEJISIMU U COIECPIKAHHEM IIPOI'PAMMBIL.

3.8. OpraHu3alMOHHO-TIEAATOTHIECKHE yeIoBus peannsanyuy IIporpaMMpl BKIFOHAKOT:

a) TeMaTHKy y4eOHBIX 3aHATHI H MX CONEPIKAaHNE JULT COBEPIICHCTBOBAHUA KOMITETEHITHIA;

6) yueOHO-METOIHUECKOe H HHPOPMAIMOHHOEC 00CCTICYCHHCE;

B) MarepuabHO-TEXHHYECKOE 00eCTIeueHue;

r) KaJ[poBoe obecreyeHHe.

4, TUNTAHUPYEMBIE PE3YJIbTATBI ObYUEHUA

4.1. TpeOopanus K KBanupuKaimu:

YpoBeHs mpodeccuoHanbHOro  00pa3oBaHMs — BBICIIEE O0Opa3OBAaHME 110 ONHOH M3
crienmanbHocTeil: «JleyebHoe nemo», «llepnarpus.

42. Pesynprarhl oOyueHust 1o IIporpamme HampaBlIeHBl Ha COBCPIICHCTBOBAHHC
KOMIIETEHIHH, YCBOEHHBIX B paMKax IIOJyYeHHOIO0 paHee BBICIICIO 1podheccHOHANLHOTO
obpazoBanus, ® B TPHOOPETEHHH  KOMIETEHIUH, HeOOXOAMMBIX  JIISI  BBITOJHCHUS
po)ecCHOHALHON AESTEINBHOCTH O CHENUATBHOCTH «1 eHeTHKAY «IlemuaTpus»

4.3. XapakTepHCTHKA npodeccHoHaNbHBIX KOMIIETEHITHH, MOJIIEKAIIMX
COBEPIICHCTBOBAHMIO B Pe3yNIbTaTe OCBOEHUs [IporpaMMBbl.

Y 06y4aronerocsi COBEPIICHCTBYIOTCS CIEyroIHe MpodecCHOHANbHBIE KOMICTCHIIHH
(manee — 11K)

—  TOTOBHOCTD K OCYINECTBIICHHIO KOMILIEKCA MEPOTIPHATHHA, HAIIPABICHHBIX Ha COXPAHCHHC H
YKpeIUIeHHe 30POBbS ¥ BKIKOYAIOMEX B c€0s (OPMHUPOBAHUE 370POBOrO obpa3za KH3HH,
TpelynpeKIeHAe BO3SHAKHOBEHHs M (M) PaclpOCTPaHEHHMS 3a0oJieBaHUH, UX PaHHIOKO
JMACHOCTHKY, BBISBJIEHHE MPHYHH M YCJIOBHMH HX BO3HHKHOBCHHA W Pa3sBUTHA, a TAOKC
HATIPABJIEHHbIX HA YCTPAHEHHE BPEIHOIO BIIMAHHS HA 3/I0POBBE HCIOBCKA (haxTOpoB Cpe/bI
ero oburanus (I11IK-1);

4.4. XapaKkTepuCTHKa HOBBIX I[PO(ECCHOHAIBHBIX KOMIICTCHIHH, puoOpeTaeMbIX B
pesynbrare ocBoeHus IIporpamMmel.
Y  o6yuaronierocss JOMKHBI OBITH  C(HOPMHPOBAHBI  CIICAYIOIIHC podeccHOHaIbHEIC
xomrnerennuu (naee — 11K):
—  TOTOBHOCTB K BEJCHHIO U JIEYCHHIO TTALIHEHTOB C HACJIE/CTBCHHBIMH 3200 ICBAHUSIMH (IIK-2)

4.5. TlepedeHb 3HAHMA ¥ YMEHMH, OOECICUMBAIOIIMX — COBEPUICHCTBOBAHHC (m
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npuodperenne) MpodeccHoHanbHbIX KOMIICTEHITHH.

B pesynbrate ocBoeHust IIporpaMMBr CIIyIaTein JIOJDKEH:
- YCOBEPIICHCTBOBATH CIIEyIOIIHe Heo0XoauMbIe 3HAHHUSL

— obmyl0 KJIMHHYECKYIO XapakTEePUCTHKY H 0COOCHHOCTH TECUSHH: HAC/E/ICTBEHHBIX
3200JIEBAaHUH;

—  o611yIo XapakTepPHCTHKY ¥ OCOOSHHOCTH TEUCHUA MyJIBTH(QAKTOPHBIX DoJie3HEH;

—  [PUHIMITE! KiaccHDHKALEK MaTOJIOTHH Ye/I0BEKa € reHeTHYECKOM TOUKH 3PCHHUS,

—  coBpeMeHHyW ~ Krnaccupukammio muddepeHnpanbEyio  IHArHOCTUKY  OCHOBHBIX
HACJIEIICTBCHHBIX 3a00TIeBaHUH;

_  reneruueckue (PaKTOPbI GTHONOTHY H IIATOreHE3a HACICCTBEHHEIX OosiesHew,

—  [OKa3aHums Ul IPOBEICHHS Ta00paToOpHOro reHETHYICCKOTo o0ceIoBanus,

—  COBPEMEHHBIE MCTOJIbI TEPAIIHH OCHOBHBIX HACIIC/ICTBCHHBIX GoJIe3HEH;

- npuoOpecTH cIIeAyIOMmHUEe He0o0X0HMbIC 3HAHUS !
—  [IPMHIMILI MACCOBOTO CKPHHMHTA HOBOPOJK/ICHHBIX Ha HaCJIEICTBEHHBIC 00JIe3HH 00MeHa;
—  TIOKa3aHWs, CPOKM OEpEeMEHHOCTH M METO/IbI IPOBE/ICHIA JIOPOJIOBOI JIMATHOCTHKH,
— MeTompl pacdeTa IOBTOPHOrO — IEHETMYCCKOro  prekd mpH  pasiMuHEIX  opMax
HACIIEICTBEHHBIX 3a00/IeBaHui;

- YCOBEPIICHCTBOBATH CIIC/IYIOIIHC Heo0X0auMble YMEHH:

—  QHATH3MPOBATH OTHONATOICHETHYECKHE IPOABICHI HACNIEJICTBEHHBIX H BPOXICHHBIX
3a60/eBaHKH Y TPOGAHJIOB ¥ YIICHOB HX CeMEH

~  OCYIIECTBJIATH NPOMUIAKTHKY H PAHHIOIO AUATHOCTHKY reHeTHUECKHUX 3a00/IeBaHIH

—  JIMATHOCTHPOBATH [ATOJOTMYECKHE CHMIITOMBI, CHHIPOMBL, HO30J0THYeCKHe (HOPMEI
HACJIC/ICTREHHBIX M BPOXK/IGHHBIX 3a00JICBAHIH

—  HA3HAYUTDH PEXHM, JIUETY, CHMITOMATHICCKYIO HeMeIHKaMEHTO3HYI0, MEINKaMEHTO3HYIO,
IATOTCHETHYECKYIO ¥ STHONOIHYECKYIO TEPAITHIO ICHETHUCCKIX OonesHei

- NpuoOpecTH CIIeXYIONHE He00X0JuMbIe YMEHMS:
_  HamHCaHHE 3aKJIOYCHHAHN 110 pe3yibTaraM TabopaTOPHbIX ICHETHICCKUX HcCiIeJOBaHui

5. KAJIEHJIAPHbII YUEBHbIM TPA@UK

aduk o0ydcHHs | AKaJEMHICCKHX Juelt B OO6mas Wroropas

4yacoB B JIEHb HEJIENII0 | TPYJOEMKOCTh | aTTeCTaIlus

[TporpaMMBl B
qacax

®dopma 00yueHH
Ounas 6 6 36 3a4eT




6. YUEBHBIN TJIAH

B ToM 4dmcie

dopmMa KOHTPOJISL

Kox | HammeHoBanue pa3zieNoB JUCIMIUIAHE | @
H TEM 2, = .
c | El¥%|18dealo
5| B Q|xHOC | =
5 | 2|°|g
A = =
1 KinHu4ecKas reHeTHKa 18 | 2 - | 16 TTpoMeKy TOUHEIH
KOHTPOJIb
(TecTOBBIE 3a/IaHHs1)
1.1 | HaciencTBeHHOCTH H MATOJIOTHsA 4 | 2 - 2 Texyumii KOHTPOJIb
(ompoc)
1.2 | XpomocoMHBIE DOJIE3HH 4 - - 4 Texymui KOHTPOIIb
(ompoc)

1.3 | Mounorennsie (opMBI HacleACTBEH- | 8 - - 8 Texymuii KOHTPOJIb
HBIX OonesHell (maroreHes, KJIMHUKA, (ompoc)
JMArHOCTHKA, YACTOTA B IOMYJISIHH)

1.4 | Bonesnn c HACNEICTBEHHEM | 2 - - 2 Texymui KOHTPOJIb
IpeApacIooKEHAEM (ompoc)

2 JlaGopaTopHbie meroanr | 10 | 4 | 4 | 2 [TpoMeKyTOUHbIH
reHeTHYeCcKoil JMarHoCTHKH KOHTPOJIb

(TecTOBBIC 3a/1aHKS)

2.1 | lHHOBaLlMOHHbBIC KOMIIBIOTEPHBIE | 2 - - | 2 Tekymyii KOHTPOIB
TEXHOJIOTHH B MEIHUITHHCKOM IPAaKTHKE (ompoc)

2.2 | LluroreHeTHYECKHE Mmeroisl | 4 - - Texymuii KOHTPOJIb
JIAarHOCTHKH (ompoc)

23 | BroXuMHUECKHE METOIbI JIMATHOCTHKY | 2 | 2 - - Texynuii KOHTPOJIb

(ompoc)

2.4 | MonexynspHO-TeHETHYECKHE METOMpL | 2 2 | - - Texyuuii KOHTPOJIb
JIHArHOCTHKH (ompoc)

3 MpoduaakTuka  HACKEICTBEHHbIX 4 | 4 - - ITpomerxy TOUHEIH
Oose3neit KOHTPOJIb

(TecTOBBIE 33/IaHHs1)

3.1 | IlpeummiaHTaliHOHHAS mi 2 | 2 | = - Texymuii KOHTPOJIB
TpeHaTaIbHas JIMArHOCTHKA (ompoc)

3.2 | HeonaTaypHBIA CKPUHUHT 2| 2 - - Texyumit KOHTPOJIb

(ompoc)

Hrorosas arrecranus 4 - - 4 Jauér

Bcero 36 | 10 | 4 | 22




7. PABOYAS [TPOTPAMMA
110 TeMe «AKTYAJIbHbIE BOIPOCH MEUIIMHCKOH TCHETHKH B ICAXATPHHY
»

PA3IEJL 1
KJIMHUYECKAS TEHETUKA
Kog HaumeHoBaHUSA TEM, JIEMEHTOB M M0/13J1eMEHTOB
1.1 Hacne/IcTBEHHOCTD H IIaTOJIOTHS
1.1:1 KiraccuduKalus HaCIeACTBeHHBIX Oosie3Heil. OCHOBHBIE XapaKTePHCTHRM
HacJIeJICTBEHHBIX O0JIe3HEH.
112 KnuHHKO-reHeaIOTHUECKUH METOT
1.2 XpoMocoMHBIE OOJIE3HH
1.2:1 K IMHUKO-IIUTOICHETHUECKAsT XapaKTEpUCTHKA CHHIPOMOB, CBI3AHHbIX C
aHOMAJIHSIMH ayTOCOM
1.2.2 KJIMHUKO-IUTOTEHETHYECKAd XapaKTEPUCTHKA CHHJIPOMOB, CBA3AHHBIX C
AHOMAJIMSIMH B CUCTEME T10JIOBBIX XPOMOCOM
1.5 MomuoreHHbIe GOpPMbI HACIEACTBEHHBIX 00JI€3HEH (TATOreHes, KIMHHKA,
JIMATHOCTHKA, YaCTOTA B IOIYJIAIAN)
1.3.1 Bposx€HHbIE IOPOKH Pa3BUTUS
1.3.2 CHHIPOMBI HACIIEICTBEHHEIX 00JIe3HEH ¢ HOPAKECHUEM PAa3IHIHBIX OPTaHOB H
CHCTEM
1.3.3 OBmas XapaKTePUCTHKA HACIEICTBEHHEIX Goe3Hel oOMeHa (HBO)
1.4 Bose3Hu ¢ HACIEACTBEHHBIM IIPEPACIIONOKCHHEM
1.4.1 O61as XapakTeprucTHKa Oome3Hel ¢ HacieICTBCHHBIM IIPE/IPACITIONOKCHUCM
PA3JIEJI 2
JIJABOPATOPHBIE METO/IbI T'EHETUYECKOU TUATHOCTHUKH
Kox HauMeHoBaHUE TEM, JIEMEHTOB H I10I)ICMEHTOB
2.1. IHHOBAIIMOHHBIE KOMITBIOTEPHBIC TEXHOJIIOTHH B ME/IHIIMHCKON MPaKTUKe
2.1.1 TIporpammuoe obecnedenne Shantal Leica, OMIM, Moodle
2.2 L{uTOreHeTHYECKUE METOIBI JIMArHOCTHKH
2.2.1 XpomocoMHbii anami3 (KapuorunupopaHue)
2.3. BuoOXUMHYECKHE METOBI JUArHOCTUKH
2.3.1 O6mad XxapakTepHCTHKA (PU3MKO-XUMHYCCKHX METOJIOB
2.4 MoneKy/IsSpHO-TeHeTHICCKME METOBI JIMarHOCTUKY
24.1 IIpsmble 1 KocBeHHbIe MeToib! JIHK-nuarnocTrKy
PA3JIEJI 3
[IPOOUIIAKTUKA HACJIEJCTBEHHbBIX BOJIE3HEH
Kon HanMeHOBAHHE TEM, 3JIEMEHTOB H MOI3JICMEHTOB
3.1 I[TpenMIUIaHTALIOHHA U [IPCHATAJIbHAA IHAarHOCTHKA
3.1.1 [MokazaHus K MPEHMITIAHTAIIHOHHON THArHOCTHKE. (dyHIaMEHTAIBHEBIC H TPHKIIIHBIC
ACIEKTHI IIPEHATAIbHOM JHArHOCTHKH.
3.2 HeonaransHbIi CKPUHHHT
3.2.1 TIpUHIHIIE! OCYIIECTBICHHS IPOTPAMM MACCOBOTO CKPUHIHIA HOBOPOI/ICHHBIX




8. OPTAHU3ALIMOHHO-TIEJATOTMYECKME YCJIOBHA PEAJIM3ALIA ITPOI'PAMMbI

8.1. Temarnka yueOHBIX 3aHATHI M MX COJlepIKaHue [ COBEPIICHCTBOBANHS KOMIICTCHIMH:

JICKIIMOHHBIC 3aHATHS

Ne Tewma nexnuu Copep:xaHue CoBepIIeHCTBYEMbIE
KOMIICTEHIMH
1. | Knaccudukanys HaCle/ICTBEHHbBIX OoJie3HEeH.
OcHOBHBIC XapaKTePUCTHKH HACIICICTBEHHBIX 1.1.1 [TK-1
OoJie3HEN.
2. | O6mas xapakTepucTHKa (PH3HKO-XHMHAICCKHX 231 K-1
METO/I0B
3. |IlpsMble H KOCBCHHBIC METOJBI JHK- 241 TK-1
JIAArHOCTHKH
4. | IMokazaHus K NPEHMILIAHTAIIMOHHON JIHarHoc-
ke, @OyHpaMeHTalbHbIE ¥ IIPUKIAAHBIC B.l.1 [K-1
ACTICKTHI IIPEHATANILHON JIMATHOCTHKH.
5. | IIpHHIMIIBI OCYIIECTBICHHS IIPOrPaMM 391 TK-1
MacCOBOTO CKPHHUHIA HOBOPOXKICHHBIX
HPaKTHIECKUE 3aHATHS:
Ne Tema npakTHYECKOTO 3aHATHS Conepxanue CoBepIIeHCTBYEMBIC
KOMIICTCHIMH
1. | KJIMHAKO-TEHEATOTHUECKUI METO/ 1.1.2 TIK-1
2. | Knuuuko-1uToreHeTnyecKas
XapakTePHCTHKA CHHJIPOMOB, CBI3aHHBIX C 1.2.1 MK-1, TIK-2
AHOMAJTHSIMH 2y TOCOM
3. | KnuHHKO-IUTOreHEeTHICCKas
XapaKTepPUCTHKA CHHJIPOMOB, CBA3aHHBIX C 122 [K-1, TTK-2
AHOMAJTUSIMH B CHCTEME MOJIOBBIX XPOMOCOM
BpoxaéHHEBIE NOPOKH pa3BUTHS 1.3 IK-1, TTK-2
CHHIPOMBI HACNIEICTBEHHEIX OoJe3Hel ¢ 132 TK-1, TIK-2
NOpayKEHHEM Pa3IMYHbIX OPTaHOB H CHCTEM
Oomast }iapaKTepI/ICTHKa HACIIEICTREHHBIX 133 [K-1, TTK-2
6onesneii oomena (HBEO)
O61as XxapakTeprcTuKa OOJIE3HEH ¢ 141 [K-1, TIK-2
HACJIE/CTBEHHBIM IPEIPACIIOIOKCHIUEM
OMIM, Moodle 2.1.1 T1K-1
o0yuaronuii CUMYJIAIMOHHBIN Kype:
No TeMa IpakTHYECKOTO 3aHATH ConeprkaHue CoBepILIEHCTBYEMBIE
KOMIIETEHIIMU
1. | XpoMOCOMHBIH aHATH3 € TOMOLIBIO PaboTa Ha cucTeMe
KOMIIBIOTEPHOTO aHAJIH3aTopa U3000paKEHH XPOMOCOMHOI'0
Shantal CW4000 anann3a, BKIIoJas
MHKPOCKOIIHIO, TTK-1
OTICHKY
MeTadasHbIX
TUIACTHHOK,




Tema NPaKTHYCCKOT'O 3aHATHA

Coneprxanue

COBepIICHCTBYEMbIC
KOMIETCHITHH

TPaHCIISALUIO
H300paXkeHus Ha
KOMITBIOTED H
CO3/IaHue
KapHoTrpaMM ¢
TIOMOIIBIO
PO PaMMHOI0
obecnieueHHs
Shantal CW 4000
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8.2 . YueOGHO-METOIHUECKOE U MHPOPMAIIHOHHOE 00ECIICUCHHE.

OcHoBHas JIUTEpaTypa:

1.  Hacnencrsennsie Gonesnn. Harmonaneroe pykosojctso./2r.ped. H. I1. boukos, E.K.I'untep,
B.IL. Iyseipes M. :I'DOTAP-Menua, 2013. — 998 c.

2. Cneituep M. P., Autonapaxuc C. E., Moryickn A. T I'enetuka uenosexa no @oremo u
Mortymncku. ITpo6nemst 1 mogxoas. OO0 "Msmarenscrso H-JT", 2014 1., 1056 c.

JlonoTHUATENbHAS TUTEpaTypa:

1. Maneimesa O.B. MoHOreHHble HAC/ICACTBEHHBIE OOJNE3HH M MOJIEKYISpHAs JHarHOCTHKA
Usparensereo C3I'MY um. Y. Y. Meunukosa, Caukt-Iletepbypr 2015 — 36 c.

2. Pomanenko O.I1., JI. K. Bepmunckas, T. U. Kagypuna, T. B. Xapuenko Bpox€Hubie mopoku
paspuTHa. Yuebnoe nocobue. Uzmarenscrso C3IMY um. . Y. Meunnkosa, Cankr-IlerepOypr
2015-60c.

3. Xapuenxo T.B, [Terpynuues A.JO. OcHoBbl MetunuHCKol renernke Yacte.1 Tluronormieckue
OCHOBBI HaclencTBenHoctH. M3natenserso C3IMY um. Y. . Meunukosa, Cankr-IletepOypr
2013 -7lc.

4. IOpos W.I0., Bopcanopa C.I', I'eHOMHBIE H XPOMOCOMHBIE OOJIC3HH [EHTPAJLHOH HEPBHOM
cucTemMbl. MOJIEKYIIpHBIE M IHTOTCHETHYECKHE ACHeKTHL M3narensctBo: Mennpaktuka-M,
Mocxksa, 2014 384 ¢

ba3bl JaHHBIX, HH)OPMAITHOHHO-CIIPABOYHBIE CHCTCMBIL
1. http://atlasgeneticsoncology.org/index.html
2. hitp://www.ncbi.nlm.nih.gov/bookshelf/br.fcgi?book=gnd
3. http://www.zdrav.ru/articles/practice/detail.php?1D=79274&redct=Y

8.3. MarepraibHO-TEXHHYECKOE 00eCIICUeHHE, He00X0UMOe JUIsl OpraHH3aluy BCEX BHIOB
JUCITHILIAHAPHOM TOATOTOBKH

- yueGHBIE ay/IMTOPHH, OCHAICHHBIC MAaTEPUATAMHK H 000PYIOBAHMEM JUIS IPOBE/ICHIS
y4eGHOro MpoIecca, B TOM 9HCIIE SIEKTPOHHOTO 00y ICHHUS;

- xymaAEYeckue 6a3st ®TBOY BO C3IMY um. .M. Meunnkosa Munsjipasa Poccun;

- ayIUTOpHBIA W OuOIHOTeUHBIH (OHN, B TOM 4YHCIe JUCTAHIMOHHBIC W DICKTPOHHBIC
BO3MOKHOCTH, TS CAMOCTOSATENLHOM MOATOTOBKH 00yYJalOIHXCsl.

8.4. Kamposoe obecneuenue. Peammzamusa IIporpaMMBI  OCYIIECTBIACTCS npodeccopcko-
NPEeNoAaBaTebcKHM COCTABOM, COCTOALIMM M3 CIEHAIHMCTOB, CHCTEMATHICCKH 3aHMMAIOTIHXCH
HAYYHOM ¥ HAYUHO-METOJMUYCCKOH NesTeNIbHOCTBIO CO CTAXEM PabOTBI B CHCTEME BBICILEIO W/
JOTIOMHHTENLHOTO IIPO(eCCHOHATBHOTO 06pa3oBaHys B chepe 31paBoOXPaHeHUs HE MCHEE S JIeT.

9.®0OPMBLI KOHTPOJISI 1 ATTECTAILIUA

9.1. Texymmii KOHTPOJH XOZA OCBOEHMs y4eOHOrO MarepHaia IPOBOJUTCSA B thopme
yeTHOTO onpoca. [[poMexyTOUYHEI KOHTPOIb IPOBOMTCA B (POPME TeCTHPOBAHMUSL.

9.2. WtoroBas arrectands OOYHalOMHXCsl 10 PE3yIbTaTaM OCBOCHHS JIOTIOJHHTCIBHOH
1po(hecCHORATFHORM TTPOrPaMMBI HOBBIICHAS KBaTH(UKAIMH TPOBOAMTCS B hopme 3ayera.

9.3. OGyuarommecs JOMYCKAIOTCS K MTOTOBOM aTTecTalluu mocie n3ydenus IIporpaMmer B
o0BeMe, IIPeyCMOTPEHHOM y4EOHBIM ILIAHOM.

9.4. OO6ywatomgeiecsi, ocBouBIIHe IIporpaMmy W YCHEIIHO NPOIIEIUIHE HTOrOBYIO
ATTECTALIO, IOJYAIOT YIOCTOBEPEHHE O NIOBBIECHNN KBATH(HKAIIMK YCTAHOBICHHOIO 00pasIa.
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10. OIIEHOYHLIE CPEJICTBA

[IpuMepHast TeMaTHKa KOHTPOJILHBIX BOIIPOCOB:
1. Knaccnduxanys HacIeACTBEHHBIX Gone3neil. OCHOBHBIC XapaKTCPHCTHKH HAC/IC/CTBEHHRIX
Oonesnei.
2. KJIHHUKO-IUTOTEHETHYECKas XapaKTepPHCTHKA CHHIPOMOB, CBA3aHHBIX ¢ aHOMAMAMH B
CHCTEME MTOJIOBBIX XPOMOCOM
3. KJIMHHKO-IATOreHETHUECKAs XapaKTepUCTHKA CHHJIPOMOB, CBA3AHHBIX ¢ YHCIIOBLIMH
AQHOMAJIASIMU ayTOCOM
4. KIMHUKO-IIATOTCHETHUECKAsd XapaKTepPUCTHKA CHHJPOMOB, CBA3aHHEBIX CO CTPYKTYPHbIMH
nepecTporKaMu XpOMOCOM
5. Knueuueckue MOKa3aHus [Ulsl IPOBEICHUS MOJEKYIIIPHO-IIATOTCHETHICCKOTO NCCIICI0BaH
6. KombuHEpoBanHbIH Y3 1 OHoXHMUUeCKHH CKpUHHHT B I TpHMeECTpe. D eKTHBHOCTE
IPOrpaMM MpEeHaTabHOI0 CKPUHHUHIA
7. Kocsennsie MeTos! JJHK-muarnoctuku
8. MOHHTOPHHT BPOXKICHHBIX aHOMAJIHI Pa3BUTHS
9. O6mas xapakTepucTHKa O0oJIe3Held ¢ Hac/Ie/ICTBCHHbBIM ITPEAPACIIOIOKCHHEM
10. O61mas xapaKkTeprCcTHKA HACIIEACTBCHHBIX 60jie3Hell 0OMeHa BEIIECTB
11. O6uras XxapakTepucTHKa QH3UKO-XMMHIECKHX METOIOB IHarHOCTHKH HACJICACTBCHHbIX
Oose3Heil 0OMeHa BENIECTB
12. Onpe/eneHne MEIMKO-TEHETHYESCKOro IIPOTHO3a IOTOMCTBA
13. Onpe/eneHre NpeHaTATLHON JMarHOCTHKH. PyHIaMEHTAIbHBIC U TPHKIIATHEIC aCTICKThL
IIpeHaTaJbHON JHArHOCTUKH.
14. Tloxa3aHus K MPEUMILIAHTAIHOHHOMN JIMarHOCTHKE
15. IIpeHaTabHBIH CKPUHHEHT IO CHIBOPOTOYHBIM (paxTopaM MaTepH.
16. TIpHHIEIIE! JIeUeHUs HACIIEICTBEHHBIX OonesHeii 0OMeHa BCIIECTB
17. TIpUHIETIE! OCYIIECTRICHHS IPOIPaMM MAcCOBOI0 CKPHHMHIA HOBOPOXK/ICHHBIX Ha DKV,
BPOYXCICHHBIH TMIIOTHPE03, TFATAKTO3EMHIO, /[PCHOICHUTATBHEIH CHH/IPOM H MYKOBHCIIH/I03
18. TIpsmbie metonsl JIHK quarsocTuky
19. CHHAPOMBI HACJIECTBEHHBIX 00JIE3HEH € OPAXKEHHEM Pas/MYHBIX OPTaHOB H CHCTEM
20. YpOBHH JMArHOCTHKH HACJIE/ICTBEHHBIX O0e3HeH oOMeHa BELIECTR
21. Xpomocomubiii ananu3 (KapuoTunupoBaHuce)
22. DTHONOTMYECKasi TETEPOTEHHOCTD M KIMHUYCCKHH HOJTMMOphH3M MyIETH(AKTOPHEIX 00JIC3HEH
23. IIpasuia rpahUuecKoro COCTaBJICHUS POTOCIOBHBIX
24, Tloaxomapl K YCTAHOBICHHUIO THIIA HACIIEOBAHUS 110 POZIOCTIOBHEIM

3anaHus, BLIBIBIONAE MPAKTHYECKYIO IIOJrOTOBKY OOYyYaromerocs Bpada-reHeTHKa,
Bpava-lieuarpa:
1. TTpeayioxuTh 1 000CHOBATH FEHETHYCSCKUH JIMArHO3 10 (ororpadun.
2. ITpeaioxuts 1 060CHOBATH IEHETHYCCKHIL JIMArHO3 10 OITHCAHUIO (penorHma.
3. IIpetokuTh cnocof J1abopaTopHOR TeHeTHYeCKOH JMArHOCTHKM UL TOATBEPIICHMA HIH
HCKJTFOUEHHS OIIPEIeIIEHHOTO T€HETUYECKOTO CHH/IpOMa
4. Onucarh KIMHAYECKUE IPAZHAKH IPEJUIOKEHHOTO TCHETUIECKOro CHH/IPOMa.
5. CocTaBHTh POJIOCTIOBHYIO 110 OIIMCAHHIO CEMBH
6. YCTaHOBUTH THIT HACIIE/IOBAHUS IO POIOCIIOBHON
7. PacCUHTATh TEHETHUECKUHA PHCK B CEMbE C HCIIOJIB30BAHUEM POJIOCIOBHOH.
8. UnTepnpeTupoBath (popMylly KapHOTHIIA.
9. IIpUBECTH IPUMEPHI TEHETHIECKUX CHHIPOMOB, TOPAKAOLIHX JAHHBIH OPraH HIIH CHCTCMY .
10. IlpemnokuTh cxeMy NPOGMIAKTHYECKHX MEPONPHATHE B CEMbEe IIPH oTpeIeIEHHOM
IeHETHIECKOM CHHJIPOME.

12



[IpuMeps! TECTOBBIX 3aJaHHi:

Buibpams npaguivrble omeenvl

TTPU CUHJIPOME JAYHA TUITMUYHBIMU AHOMAJIMSIMM TJIA3 SABJIAIOTCA
A. T'uneprenopusm

b. Crpabusm

B. MoHroyiouIHeli pazpes ria3s

I'. AHTHMOHTOJIOUTHBIH pa3pes ria3s

J1. KosoboMma pany ki

ITpaBusbHBIE OTBETHI: A,B

Buibpamp npasuiviivlii Omeem

[IPU AYTOCOMHO-JIOMHUHAHTHOM TUIIE HACJIEJJOBAHM PUCK POXIEHIA
BOJIbHOT'O PEBEHKA V 3JI0POBOI'O POAUTEJIS COCTABJIAET

A. 100 %

b. 50 %

B.33 %

I.25%

J1. menee 25 %

IpaBuneHbIi oTBET J1

Bulbpams npagunvhvie 0meemol

OTOCKIJIEPO3 XAPAKTEPU3VETCAI

A. YxyueHueM ciyxa

b. HapymenueM HHTEUICKTa

B. Hapymenunem namsaTu

I'. Jleopmariiieii Hapy KHOTO yXa

JI. PacmmpenueM Hapy KHOTO CIIyXOBOTO IIPOX0Jia
IIpaBuibHBIe OTBETEL A,J]

Buibpamo npagunvrvie omeemnl

[TPU MYKOBUCITUJIO3E MOI'YT ITOPAXKATBLCA
A. PenponyxruBHas QyHKIHs

b. [InmeBapuTeiibHas CHCTEMA

B. 3penue

I'. JlpixareiibHas cucTeMa

I. Ckener

ITpaBuibuele oTBEeTHL: A,b,I"

Buibpame npasunvhbvlii omsem

CPEJIHMM YPOBEHb MHTEJUIEKTA OKA3BIBAETCS CAMbBIM BbICOKHM IIPU:
A. CuagpomMe Dasapca

b. Cunapome TpucoMun X

B. Cunzmpome KpHKa KOIIKH

I'. Cunnpome Tepuepa

JI. Cungpome 48, XXXY

[TpaBunbHbIi oTBET: I
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11. HOPMATHBHBIE [TPABOBBIE AKTbI

1. ®enepanbHbIi 3akon ot 29.12.2012 Ne 273-®3 «O0 obpazoBanuu B Poccuiickoi Dejeparuny;
2. ®enepanbubiii 3akon ot 21.11.2011 Ne 323-M3 «O6 ocmnoBax OXpaHbI 3/I0POBbs I'paXkIaH B
Poccuiickoit @eneparumy;

3. depepanbHBII 3aKOH OT 20.11.2010 Ne 326-®3 «06 o00s3aTeIbHOM METUIIMHCKOM
crpaxosanuu B Poccuiickoit deneparmmn;

4. Tlpmkas MuanCTepcTBa 00Opa3OBaHUs U HAYKH Poccuiickoit ®emeparpn ot 1 wmrons 2013 r. Ne
499 «O6 yTBEpK/ICHHH MOPAJIKA OPraHH3aMH 1 OCYIIECTBICHHUS 00pa3oBaTeNnbHOH JeATCITHHOCTH
110 JIOTIOJHUTENBHEIM TIPO(eCcCHOHAIBHBIM TPOTPAMMAM);

5. Tlpuxas MunmcTepcTBa 3/1paBOOXpaHenus Pocchitckoi denepanuu ot 8 oxrabps 2015 .
Ne707u «O6  yTBepx/eHHH KBAIH(DUKAIMOHHBIX ~ TPeOOBAHMA K  MCAHIMHCKMM M
(apManeBTHUECKUM paGOTHHKAM C BBICIIAM 00pa30BaHMEM 10  HAIPABJICHUIO IOATOTOBKH
«3/1paBOOXPAHEHUE H ME/IMIIHHCKIE HAYKH).

6. Ilpuka3 MHHECTEPCTBA 3/IPABOOXPAHCHHA H CONUAIBHOTO DA3BATHS Poccuiickoit Denepanun
or 23.07.2010 Ne 541n «O6 yTBepKIEHHH €IMHOTO KBATH(HUKAIMOHHOIO CHpPaBOYHHMKA
IOJDKHOCTEH PYKOBOJHUTENICH, CIENHAIMCTOB H  CIYXalMX», pas/iel «KBamuurxanuoHHEIE
XapaKTePUCTHKHU J0JDKHOCTEH pabOTHHKOB B chepe 3APaBOOXPAHCHHUSN; ,

7. Tlpuka3 MuHHCTEPCTBA 3IPABOOXPAHCHHS M COLMAIBHOIO pasBUTHA Poccuiickoit enepanuu
or 15.05.2012 Ne 543 «O6 yreepxaenun Ilonoxenus o6 opraHH3alMH OKa3aHUs MIEPBUYHOM
MeJIMKO-CAHM TapHO# TIOMOIIM B3POCIOMY HACCIICHHION;

8. Tlpuxas MuHHCTEpCTBa 3/[PABOOXPAHCHHS H CONMAIBHOTO PasBHTHA Poccuiickoit @enepanun
ot 04.05.2012 Ne 4771 «O6 yTBEp:KICHUH [IEPEUHs COCTOSHUM, IPY KOTOPBIX OKa3bIBACTCA HICPBAs
TIOMOLIp, ¥ TIEPEYHS MEPOIIPUATHH 110 OKa3aHHIO NEPBOH ITOMOIIIY.

9. Ilpmka3 MuHHCTEPCTBA 3/PABOOXPAHCHHS Poccuiickoii @enepanun Nel62 ot 23 Mast 1997
r. «O cosmannk (DefepanbHOM CHCTEMBI SIMHAEMHOJIOTHYECKOIO MOHHTOPHHTA BPOX/ICHHBIX H
HACJIe/ICTBCHHBIX 3a00/IeBaHuil U IOPOKOB Yy JICTCH)

10. IIpuka3 MuHHCTEPCTBA 3/IpABOOXPAHCHUSA Poccuiickoii Meneparun Ne268 ot 10 cenTadpst
1998 r. «O MOHHTOPHHIE BPOXKIEHHBIX TIOPOKOB PA3BUTHS Y ICTCH

11. Ilpukas MunucTepeTsa 31paBooxpanenus Poccuiickoi Deneparu Ned57 ot 28 nexabps 2000
r. «O COBEPIIEHCTBOBAHUM HPEHATAIBHOM JHATHOCTHKA B npo(UIaKTHKE HACIEICTBCHHBIX H
BPOYKIEHHBIX 3a001IeBaHUMH y IETeH»

12. Ilpukas MunHCTEpCTBa 34paBoOXpanenus Poccuitckoi Depeparun Nel85 ot 22 mapra 2006
r. «O MaccoBOM 06CIEIOBAHHH HOBOPOIKICHHEIX JIETe! HA HAC/IEICTBEHHBIE 3a00/eBaHHLY
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